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ABa CAyYas paHHen MPeHATAaAbHOM AWM
(PPOHTAABHOM AMCIMAA3MKU C PEAKMMM aHOMAAUAMMU

PAa3BMUTUA TAA3HOTO ADAOKA

B cBsi3u ¢ TeM, 4TO aHOPTAIbMUS (OTCYTCTBUE
OIHOI'O WJIY IBYX I'J1a3HbIX 10JI0K) YU LIMKJIOTTUS (€ AUH-
CTBEHHbIH IJ1a3 WKW YaCTUYHO pa3/ieJIEHHbIE IJ1a3Hble
10JIOKM B OIHOM LIEHTPAJIbHO PaCI10JIOXKEHHOM OpOu -
T€) SABJSIOTCS PEAKUMU BPOXIAEHHBIMU AHOMAIUSIMU
pa3BUTUS, JIOOOM Cllyyal mpeHaTaJbHOM AMarHOCTH -
KM 3TUX HapylLLI€HMA UHTEPECEH KaK C TOYKU 3PEHUS
aHATOMMYECKUX BAPUAHTOB CaMOM MMaTOJIOTMU, TaK U
C TOYKM 3PEHUSI CMHAPOMAJIbHOIO MM01X0/1a K OLIEHKE
aHaToMuu riona. IlpumeHeHUMe HOBEMILIMX TEXHO-
JJOTUM B MpPeHATaJbHOU IMArHOCTUKE MO3BOJIAET
OOHapy>XUTb TaKME€ aHOMAJIMU PA3BUTUA IJ1a3HOIO
0J10Ka yXKe NpY MPOBEACHUN CKPUHUHIOBOIO YJib-
Tpa3BYKOBOro ucciaenoBaHus B 11—14 Hen 6epeMeH-
HOCTU. Kaxabli cayyal yCrieliHOM IMpeHaTtaJbHOM
NUArHOCTUKU LIMKJIOMUU U aHOPTAJIbMUU — €LUE
OJIMH lUar Ha NMyTU pacClUUPEHUs TPaHULL HALIUX
3HAHWUM HE TOJIbKO O HApYyLEHUU BHYTPUYTPOOHOIO
pPa3BUTHUS IN1a3HbIX 10JI0K , HO U O COYETAHHOMW C HUMU
BpoXaeHHOM naronoruu. [1pencrasisieMm COOCTBEH-
Hbl€ HAOIIOIEHUS.

JIBe Mos10o/ible MAalMEHTKU C NPAKTUYECKU 011 -
HAaKOBBIM HEOCJIOXKHEHHbIM aHAMHE30M IPOXOIUIU
[epBUYHOE YJIbTPAa3BYKOBOE MCCJIENOBAHUE TIPHU
OepeMeHHOCTH B paMKax CKpMHMHra | tpumecTpa B
meanko-reHetndeckom otnejie 'ObY3 MOKD um.
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[1.A. bagunuHa (tabauua). 1 B Tom, U B Ipyrom
cjiyyae y ruiojaa ObliM OOHapyXeHbl MHOXECTBEH-
Hble aHOMAJIUM Pa3BUTHUS, BKJOUYAIOIIUE B ceds
roJionpo33Huedanuio 1 MHOXECTBEHHbIU JIMLIEBOM
au3Mopdu3M, B TOM YUCJIE B NEPBOM HAOJIIOAEHUHU
— OTCYTCTBME IJjla3HbIX s10JI0K (puc. 1, 2), BO BTO-
POM — YAaCTUYHO pa3aeieHHbIE rjla3Hble s10JI0KU B
0o0111ei1 LIEHTPaAJIbHO PacroJiOXKEeHHOM opouTe (puc.
3—5). B kaxzaom M3 HaOJIOAEHUN NpeHaTaJlbHO UC-
KJIIOUeHa XpoMocoMHas naroJiorus. [1o pesyybraram
[IpeHaTajJbHOro KOHCYJIbTUPOBAHUS U ITOCJIEAYIOLIETO
peleHusl ceMbU OEpPEMEHHOCTU MpPEPBAHbI B CPOKE
16—17 Hen. IlpeHatanbHbli AMarH03 BepuULUPOBaH
NPy NMPOBEJIEHUU NTATOJIOr0-aHATOMUYECKOTr0 UCClie-
IOBAaHUA B KaX10M U3 HaOuwoaeHuu (puc. 6). Ilpu
aHaJiM3e MoJIy4eHHbIX B pe3yJbTaTe NepuHaTaJIbHOI0
o0cnenoBaHUs JaHHbIX FTEHETUKOM CAEIaHO 3aKJII0-
yeHUe O TOM, YTO HauboJiee BEPOSTHOWU NMPUUUHOM
MHOXECTBEHHbIX aHOMAJIUM pa3BUTUSA Yy IJIOJA0B
aBaseTcss GpoHTalIbHas AUCIJIa3Usl C HEM3BECTHBIM
tunom HacaenoBaHuss (OMIM:136760).

Takum oOpa3oM, Mbl ITOINbITAJIMCh PACCKA3ATh O
NIBYX TAKUX MOX0XMX U TAKUX PA3HbIX HAOJIIOAEHUAX
HE MPOCTO Tak, a C LIeJ1bI0 MPUBJIEUb Ballle BHUMAHUE
K ToMy (PakTy, YTO YBUJETb U MAKCUMAJIbHO TOYHO
OLIEHUTb 10I00HbIE aHOMAJIMU B X 3XOorpapuieckom

Puc. 1. Habnioaenune 1. Jluyo nnona: otcyTcTByeT ndobpaxeHmne Hoca n HOCOBbLIX KOCTEN. A — cepolukanbHoe ndobpaxeHune. b —
o6bemMHaa PEeKOHCTPYKLUS.,
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Tabmmua. CymmapHbie JaHHbIE KTMHUYECKUX HA0I0AeH UM

[lokazarenu

HabnwoneHue 1

HabGnwneHue 2

Bo3spact 6epemeHHOM

AHaMHe3
TeuyeHUe OEPEMEHHOCTHU
Cpok 6epemMeHHOCTH nNpu nposeae-

HUMU YAbTPA3BYKOBOIO UCC.1I€A0BAH Usl

Konuuko-teMeHHOM pa3Mep rnjoaa

TonumHa BOPOTHUKOBOI'O ITPOCTPAH -

CTBa 1vioa

KpoBOTOK B BEHO3HOM MPOTOKE
rnaoja

JIvueBbie CTPYKTYpPHI 11044

CTpyKTypbl FOJIOBHONO MO3ra 1n.10aa

Cepaue ona

[TepenHsisi OproLIHAsI CTEHKA

FlynoBuHa

JIpyrue aHaTOMU4YECKUE OCOOEH-
HOCTHU

Il pPEHATAJIbHOC KAPDUOTUTTUPOBAHUE

HUcxon 6epeMeHHOCTH

Bepudukauus nmarHosa

3aKJ1I0UYEeHUE 110 pe3vjibTaTaM MEJIN-
KO-Ir€HETNYECKOIo KOHCY/JIbTUPO-
BAHUS

27 1er

be3 ocobeHHOCTER, OepEMEHHOCTD 2-51, CPOY-
HbI€ PO/ibl 31I0POBLIM PEOEHKOM B AaHAMHE3E

be3 ocobeHHOCTEN

13 Hea 6 aHen

70 MM

2.8 MM

PeBepcHble 3HaUEHHMs KPOBOTOKA B (ha3y co-
KpallleHus Npeacepani

MN3o0paxeHue Hoca, ria3HbiX 510, 10K M BEK
OTCYTCTBYET, HOCOBBIE€ KOCTU HE OIpeae)isi-
IOTCs1, ABYCTOPOHHU 1e(eKT BEpXHEW ryonl

M aJIbBEOJISIPHOTO OTPOCTKA BEPXHEN YETIOCTU

[ononpo3sHuedannst, KUCTA 3aHEH yepern-
HOM SIMKM

JledekT MexCKeny1I04KOBOM MePEropo/iKu

Omdanouene — 10 MM (coaepxumoe — rer-
JIM KALLIEYHUKA)

be3 ocobeHHOoCcTEen

Acnupaumsi BOpCUH xopuoHa B 14—15 Hen —
46,XY, uckaioueHbl aeaeumnm 21, 22,4 un 5-i
XpPOMOCOM

[IpepbiBaHuE OEpeEMEHHOCTU B 16—17 Hen

[TaTo/I0r0-aHaTOMUYECKOE UCCIIEI0BAHUE

CuHapoM GpOHTATBHOM TUCIUIA3UU
(OMIM:136760), Tunn Hac1e10BaAHUS HEU3-
BECTEH

34 rona

be3 ocobeHHOCTEH, OEPEMEHHOCTD 2-51, CPOY-
HbIE PO/bI 3A0POBLIM PEOEHKOM B AHAMHE3e

Yrpo3a npepbiBaHUs1 OEpEMEHHOCTU B
7—8 Hen

13 Hen 2 aHsi

49 mm

7.0 MM

ATeHe3Msi BEHO3HOIo MNpoTOKa

HN300paxeHne HOCA OTCYTCTBYET, HOCOBBIE
KOCTH He OMNpeae IsiioTcs, Npo0OCLIMC, Yac-
TUYHO pa3nesi€eHHbIE I/1a3Hble s10710KU B 00-
LIEN LEHTPAJILHO PACIIOJI0XEHHOW OpOUTE,
IBYCTOPOHHMU ne(deKT BEpXHEN IvObI U ajlb-
BEOJISIPHOIO OTPOCTKA BEPXHEMN YEIIOCTH

[lononpo3sHuedanus

JlekcTpokap/iusi

be3 nedexron

be3 ocobeHHOCTE N

HeumMmyHHasi BoasiHKa 11044

AcCnupanmsi BOPCMH XxopuoHa B 14 Hea —
46. XX, MCckJ1roueHsbl! aeneumu 21, 22. 4 u
5-" XpOMOCOM

[IpepbiBaHue GepeMeHHOCTHU B 16—17 Hen

[1aToJI0Oro-aHATOMUYECKOE UCCICAOBAHUE

CuHapoM (ppOHTATbHOM TUCTUIA3UM
(OMIM:136760), TMn HACAIENOBAHUS HENU3-
BECTEH

Puc. 2. Habnioaexwue 1. Jlnuo nnoaa. AHdac: otcytcTeue opobur,
rna3dbix S6N0K, rNasHown wWwenu, Bek, apuHua, nedekT BepxHewn
rybbl n anbBEONAPHOIro OTPOCTKA BEPXHEN YEeoCTU.

Puc. 3. HabnioaeHne 2. NonepeyHbii cpes3 ronoBbl Ha YPOBHE
rna3Hunubl. Flononpo3aHuedanusa. Limknonusa (YactnyHo pasae-
NeHHbIe rna3Hblie A6NoKKn, onpeaensinTca ABa XxpycTanuka).
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Puc. 4. Habniopexune 2. Jlnuo nnoaa. AHdac: npobocumc, umkno-
nus, apnHna, ned ekt sBepxHen rybbl 1 anbBEONAPHOro OTpocTKa
BEPXHEWN YenocTu.

RICH-12-D/0D M 12

F lemJ/T W 16Hae Te 0.1

Puc. 5. Habniwoaexnue 2. NlononposaHuedanusa, npobocuwnc,
apuvHusa, umknonua. PaclumpeHHoe BOPOTHMKOBOE NPOCTPAHCTBO,
HEeMMMYHHas BOASHKA nnoaa.

Puc. 6. ®eHotun abopryca: A — HabnogeHue 1; b — HabnioaeHwue 2.

M300paKeHUU B paHHUE CPOKU OEPEMEHHOCTU — 3TO
JULIb OTIIpaBHAas TOYKa Ul MPOBEACHUSA MEINUKO-
reHETUYECKOro KoHCyabTupoBaHus. [1pu obcienoBa-
HUM TAKUX TJIOAOB HALLM BO3MOXHOCTH Ha CEroaHs
OrpaHUYE€HHbI, a 3HAYUT, U UCTUHA €11I€ OUEHb JajieKa
oT Hac. KosinyecTBO BONPOCOB, BO3HUKAIOLLIUX NEepe/l
BpayaMU YJbTPa3ByKOBOU IpeHaTaJlbHOMU AMarHo-
CTUKM, MEPE] reHETUKAMU M MaToJioroaHaToMaMu
B KaXIIOM ciiy4yae paHHeu AMarHOCTUKU MOAOOHBIX

peaKMX aHOMaJUuM pa3BUTUS HE YMEHbIIAeTCs, a yBe-
JIMYMBAETCS NMPONOPLIMOHATIBHO paclliIMPEHMIO Kpyra
MH(POpMALIMU, KOTOPYIO Mbl ITOJIy4aeM Ipu 00cieno-
BaHUU Kaxao0ro maoaa. CoOCTBEHHO, TOMCK OTBETOB
Ha 3TU BOITPOCHI U SIBJISIETCS ONHUM U3 HEIIPEMEHHbIX
YCJIOBUM Hallero npodeccuoHajbHOro pocTa.
O.J1. I'aakuna, H.A. Caseavesa, O.B. Ipomuesa,
O.B. Caxap, H.b. llImakosa, U.B. [100dybHas,

JI.I1. Cmapuenkoea, Mypmanck.
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KOH(pIMKT HHTEpEeCOB: OTCYTCTBYET.

ITpo3paynocTs (pyHAHCOBON NEATENBHOCTH: ABTOPbI HE UMEIOT (PUHAHCOBOI 3aMHTEPECOBAHHOCTU B Ipei-

CTaBJICHHbIX MaTCpuajiax Wjin Me€Toaax.

dnsa umtupoBanus: ['ankuHa O.J1., CaBenbeBa H.A., I'pomuena O.B., Caxap O.B., llImakoBa H.b., [Tonny6-
Has W.B., CrapuenkoBa JI.I1. /IBa ciyyass paHHe# npeHaTtaJbHOM AMArHOCTUKU CUHApoOMa (PPOHTATbHOM
JUCIUIa3UU C PEAKUMU aHOMAJIMSAMU Pa3BUTUA IlazHoro sionoka. I[lpenam. Jluaen. 2019; 18 (2): 182-185.

doi: 10.21516/2413-1458-2019-18-2-182-185

3aKOH MapHbIX CAyYaeB MPEHaTaAbHOM YAbTPA3BYKOBOWM
AMATHOCTUKN MPOAOAXKAETCH: CUMHAPOM «TYPELKOM CADAWN»

B | TpumecTpe OepemMeHHOCTH

B npenbinyiieM HoMmepe XypHajia ObL1o Ipei-
CTaBJICHO OITMCAHUE CJiyyasi peHaTajlbHOM yJbTpa-
3BYKOBOM IMArHOCTUKU OYE€Hb PEIKOr0 BPOXKIAEHHOTO
MOpoKa — AUBEPTUKYJIa MOUYEBOIO Ny3bips KakK Mpo-
SIBJIEHUS 3aKOHa «IapHbIX cay4daeB» [1]. KakoBo xe
ObLIO MO€ yAMBJIEHUE, KOraa Mocjie 03HaKOMJIEHUS
C ONMCaHUEM OYepeaHOU peNKOM HAaXOAKHU KoJuier
M3 MuHcCKa (CUHAPOM «TypelLKO#h cabau») npu
ayToricuu abopryca ¢ MHOXXECTBEHHbIMU ITOPOKaMH
B KOHLIe | TpumecTpa [2] MHE «1OCYACTIMBUIOCH»
AMArHOCTUPOBATb ATY MATOJOTUIO Yy Tuioaa B 13 Hen
OEepeEMEHHOCTH!.

AHOMaJIbHbIN IpeHax JerodyHbix BeH (A1JIB)
XapaKTEPU3YETCs TEM, YUTO JIErOYHbIE€ BEHbI TPUHOCHT
KpOBb He B JieBoe, a B npaBoe npeacepaue. AI1JIB
cocTtaBisieT B cpenHeM 1,5—2% oT Bcex BpOXIAEHHbIX
nopokoB cepaua (BI1C). CornacHo naHHbiM EBpo-
MEUCKOro perucTpa BpOKACHHbIX aHOMAJIMM, 4acToTa
AJ1JI1B cocrtaBasiet B cpenHem 0,66:10 000 [3].

Boinensitor aBe dpopmbl AJIB: ToTanbHylo
(TAJIB) n yactuunyo. Ilpu TALJIB KpoBb 13 Bcex
4 neroyHbIX BEH ITOCTYMNAET B [IpaBoe npeacepame Win
B BEHO3HbIE€ COCY/bl, Braaawouume B Hero. Ilpu yac-
TUYHOM (HEMOJIHOM) aHOMAaJIbHOM JIp€HaXe TOJIbKO
O/1Ha, JIB€ WJIU TPH JIErOYHbI€ BeHbl B1aJaloT B [IpaBoe
npeacepiue UJiM B BEHO3HbIE COCY/bl, BEAYIIUE B
Hero. Yaie Bcero npu HenoJiHOM (popMe perucTpu-
pyeTcs cynpakap/uvajbHOE COEIMHEHUE JIETOYHbIX
BeH. [1pu uH(ppakapamaabHOM TUIIE JIEFOYHbIE BEHbl
COCAUHSAKOTCHA C HUXKHEWN I0JIOM BEHOM, UTO ABJISETCH
MMPU3HAKOM CUMHAPOMA «TYPELIKOM CcalJIn».

TpyaHocTu npeHaTagbHOM nMarHocTuku AJ/1J1B
oOuien3BecTHbl. Pekue oteyecTBEHHbIE U 3apyOex-
HbI€ LIEHTPbI [IPEHATAJIbHOU AMArHOCTUKM pacnoJiara-
IOT CJIydasiMy yCIEelLHOro 10poA0BOro ooHapyXeHus
atoro BIIC. [1oaToMy B cneuyanu3dmpoBaHHbIX KYp-
HaJlax MOCTOSSHHO NYOJIMKYIOTCS Cydyau YCIIeLIHOM
npeHatajbHOM uneHTudukauuu AJJ1J1B.

AHanu3, npoBeaeHHbIA B 19 neamarpuuyeckux
LIEHTpax CepAeYHO-COCYAUCTON Xupypruu Benuko-
opuranuu, Upnavuauu u Llseuuun B 1998—2004 rr.,
rnokasas, uro u3 424 cayuyaes A/IJIB npeHaTanbHbIi
IMardHo3 Ob11 ycTaHOBIEeH TOJILKO B 8 (1,9%!) Habu110-
neHusx |4]. Ilpy 3TOM CpoK npeHaTaaibHOM auar-
HocTuku AJIJIB BapbupoBan ot 22 Hen 4 nHeu no
32 Hen 0 nHel U B cpenHeM coctaBu 26 Hen 6 nHe.
AHaJorMyHbli aHaau3, npoBeneHHbIN B [lapuxe 3a
nepuoa 2001—2011 rr., noka3san, yro u3 95 ciayyaen
u3onupoBaHHoi popmbl TALJIB npeHaTaibHbIN
auarHo3s Obl1 ycrtaHoBseH Toabko B 10 (10,5%)
HaOJIlOAeHUSIX B CPOKU OT 25 no 37 Hen (B cpeaHeM
31 Hen) 6epemeHHOCTH [S]. Takxke B 3TOM uccie-
NOBAHUU ObLIO OTMEYEHO 4 JTOXHOTIOJOXUTEIbHbIX
pe3yabTaTta npeHatajibHoM auarHoctuku TAJLJIB.
CyMMapHbI¥ aHaau3 onyoJMKOBAHHbBIX CJyyaeB
npeHataabHOU nuarHocTuku TAJLJIB yoeaurenbHoO
JEMOHCTPUPYET, YTO NPEUMYILLIECTBEHHO J1MAarHo3
atoro BI1C ycranaBnuBancs B KoHue 11 u B 111 Tpume-
cTtpe 6epeMeHHOCTHU (Tabu1. 1). TonbKO B HECKOJIBbKUX
cay4yasix mpeHaTajibHas yJbTPa3ByKOBas A1MarHOCTUKA
ObLI1a YCIEelHOM BO BpeMsl BTOPOI0 CKPMHMHIOBOTO
yJIbTPa3BYKOBOro uccienoBaHus B 18—21 Hen Gepe-
MEHHOCTH.

st obecrieyeHUss HaaeXXHOM NpeHaTaJlbHOM
auarHoctuku TAJLJIB HeoOGXxoauMo npu Kaxiaiom
CKPMHUHIOBOM Y/1bTPa3BYKOBOM MCCJIEAOBAHUU BO
[ u 11l TpumecTpax 6GepeMeHHOCTHU OCYIUECTBISTh
NPsSAMYIO BU3yaJiM3alMIO JIETOYHbIX BEH, KOTOpPbIE B
HOpME BMaaaroT B JIEBOE Npeacepaure, Tak Kak UIeH-
TU(PUKALMS UX MIPSIMOro BraaeHuUs B JIEBOE Npe/-
cepaue MOo3BOJISIET MOJHOCTbIO UCKJIOUYMTL TAJLJIB.
B cinyuyasix HeueTKOM BU3yaJM3alLMU JIEFOYHbIX BEH
B CEPOLUKAJbHOM PE€XUME CJICAYET AOMNOJHUTEIbHO
MCII0JIb30BaTh PEXUM LIBETOBOIO JAOMIMJIEPOBCKOro
kKaptupoBaHus (LK) nasg ux naeHTudukaumu.
OaHuM u3 raaBHbiXx npu3HakoB TAJLJIB saBasieTcs
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